We present a syndrome manifested in two half brothers and their two maternal aunts which is characterised in the two boys by severe mental retardation and craniofacial dysmorphism (broad, coarse features and marked plagiocephaly with flattened occiput), and in the aunts merely by moderate mental retardation without dysmorphic features. The brothers do not seem to fall into any previously described X linked syndrome with mental retardation.
X linked mental retardation is acknowledged to be a major cause of severe learning difficulties. Surveys have shown an excess of males over females with severe mental r_tardation and later studies suggested that the excess was the result of an X linked condition. [1] [2] [3] We present two uterine half brothers with severe mental retardation and craniofacial dysmorphism whose two maternal aunts are both moderately mentally handicapped but manifest no dysmorphic features. The mother of the boys is normal both mentally and in appearance.
Case reports CASE 1 Case 1 (IV. 1, fig 1) Case 4 (III. 5, fig 1) was born in 1969. Obstetric history and infancy were reportedly normal. She started mainstream school but was transferred to a school for children with special needs at the end of the first year. Like her sister (case 3) she is attractive and physically normal, with good social skills and presentation.
FAMILY HISTORY
There is no significant reported mental or physical illness in the family. The mother of the boys had a normal development and is mentally and physically normal, as is her mother. Karyotyping on several occasions showed a normal female 46,XX (700 BPHS).
Discussion
The two brothers with their craniofacial dysmorphism, mental retardation, and otherwise normal physical findings do not appear to fit into the more specific X linked mental retardation syndromes, such as the fragile X syndrome (Xq27 fragile site Finally this could be a new X linked dysmorphic mental handicap syndrome with only mild expression in the two aunts and no expression at all in the mother. We believe this to be the most likely mechanism.
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